To the Editor:
Mao and colleagues1 recently reported on two new cases with duplication 15q11.2q12, which includes the Prader-Willi syndrome (PWS)/Angelman syndrome (AS) critical region, and described the phenotype for these patients. Their patient with a paternal origin of duplication had PWS-like phenotype while the maternal origin of duplication had an AS-like phenotype. This report was of interest to us because we recently identified a 6-year, 10-month-old female with mild to moderate mental impairment and global developmental delays who had a dup(15)(q11.2q12), confirmed by SNRPN FISH probe.
Mao et a1.l reviewed previously published cases with 15q proximal duplications, all which have been reported within the past 10 years. Most of these cases were evaluated for parental origin of the duplication. Including their cases, three paternal duplications have shown variable phenotype from normal to developmental delay and behavioral problems. A total of 16 reports of maternal duplication with phenotype ranging from developmental delay to autism and mental retardation have been published. This review of cases in the literature shows considerable variability of expression for both the maternal and paternal duplications. While the duplication in our case was not further characterized by methylation or linkage studies to determine parental origin, her clinical findings are such that it is at the mild end of the phenotypic spectrum that has been reported. We feel that it is important to report additional cases in which parental origin has been documented in order to better define the phenotype with the intent of providing prognostic information to families.
